of dystrophia myotonica was made, and his discharge from the Marines followed. Since 1943 he has become bald and has experienced progressive difficulty in eating owing to stiffness of the muscles of mastication and of the tongue. At times there is such difficulty in moving the tongue and muscles of deglutition that he is unable to prevent a bolus of food lodging in the pharynx with consequent choking. This has been severe enough on at least three occasions for him to be admitted to various hospitals as an emergency. Saliva is difficult to swallow and speech has become monotonous so that people complain of difficulty in understanding him. Increasing weakness of the muscles of the neck makes it difficult for him to raise his head from a pillow and he has noticed that the neck has become much thinner in recent years.
The difficulty in relaxing his grip has become more marked and he complains that when shaking hands he frequently hurts himself on jewelled rings. On walking, the left leg may suddenly stiffen from the hip to the toes causing him to fall over. The right leg has been similarly affected but less frequently. He has noticed that the left calf seems bigger than the right. There are no visual symptoms and respiration has never been interfered with. In spite of his disabilities he has been able to continue at his work as an artificial limb maker. There has been no decrease in libido and no impotence. He is married and has two daughters aged 7 and 6 years.
He gave a past history of an appendicectomy in 1944. Both parents were of normal physique, but his paternal uncle was a very big, muscular man. Two brothers, aged 28 and 20, were killed in the war; both were of exceptional mnuscular development and very tall, one being 6 ft. 2 in. and the other 6 ft. 9 in. There were no other siblings.
On examination the essential features were as follows. The patient was of normal intelligence, but he was worried about his condition. Frontal baldness extended to the occiput, the remaining hair being thin and fine. The skin of the face was slightly greasy. The poverty of facial movement and the absence of wrinkling of the forehead were noteworthy in spite of moderate ptosis. The stance was lordotic. The patient weighed 10 stone.
The optic fundi were normal, but the pupils reacted rather slowly to light and accommodation. No lens opacities were seen but there was an increased reflection from the anterior cortex of the lens.
The neck was thin with obvious wasting of both sternomastoid muscles. The patient had difficulty in opening the mouth to command, an action which was performed slowly and to a limited extent only; similarly movements of the tongue were slow and stiff. Speechl was monotonous and slurred. Muscular development generally was poor and power was reduced in the arms and legs. No fasciculation was seen. There was marked myotonia of all muscles of both hands. A.C.T.H. was now discontinued owing to the shortage of supply. By January 21 there was a minimal return of myotonia but percussion of the thenar eminence did not produce the prominent myotonic response observed before treatment with A.C.T.H. His weight was 11 st. 5 lb. 6 oz. and he was discharged home on February 18 to be followed up as an out-patient. He was seen again on February 13, 1953, when the myotonia was now apparent but much less than before treatment with A.C.T.H. The patient himself remained delighted at the results. However, the myotonia steadily increased and again he was troubled by difficulty in swallowing his saliva, and his voice became monotonous and indistinct. He continues to attend a follow-up clinic at regular intervals and is anxious to have further A.C.T.H.
Case 2.-Mr. M. was aged 48. In 1943 while in the Army noticed a tendency to stumble and that his limbs were becoming thin. The weakness became so marked that he was unable to carry a bucket. He developed foot drop and was given a walking caliper. More recently he had found difficulty in holding up his head. He had been bald since 1927. He has three children, aged 26, 23, and 17, all alive and well.
There is no family history of any neuromuscular disorder nor of poor vision.
On examination there was moderate baldness and bilateral ptosis with frontalis contraction. There was wasting of the sternomastoids, supraspinati, infraspinati and rhomboids, and of muscles of the forearms with decrease in tone. The muscles of both hands showed moderate wasting but also a well marked degree of myotonia.
In the legs there was bilateral drop foot with slight pes cavus, wasting, and weakness of dorsiflexion of both feet. Muscle tone was normal.
The reflexes were absent in the arms. The knee jerks were sluggish and the ankle jerks absent. The plantars were flexor. The right testicle was small and atrophied. The blood pressure was 130/90 mm. Hg. Other systems were normal.
Among the preliminary investigations electromyography showed a typical myotonic reaction. The electrocardiogram was normal. The electroencephalogram was abnormal with a large amount of diffuse, irregular 3-6 c/s. activity especially marked over the left hemisphere.
The patient received a course of A.C.T.H., 100 mg. daily, for 10 days, and then 150 mg. daily for 15 days, after which there was an improvement in the myotonia. He became able to carry out rapid repetitive gripping of the observer's hand at a higher rate than before treatment. Electromyography confirmed the improvement in myotonia. No such benefit followed the placebo injections of hypertonic saline. Improvement persisted for six to eight weeks following cessation of A.C.T.H. Thereafter he slowly returned to the pretreatment condition. "Markedly abnormal, pathologically flat, with an almost total absence of regular rhythmic activity of any frequency. On overbreathing a small amount of alpha activity is seen. Photic stimulation produced following only at slow frequencies but no abnormal wave forms were seen. The suppression of activity in the resting record is unlikely to be solely the effect of anxiety and muscular tension. Such flat records are seen in a few diffuse, mainly basal, pathological conditions such as Huntington's chorea."
On October 21 a course of injections of 2% saline was started and continued for ten days. No change followed. On October 28 the E.E.G. was essentially similar to the previous record but rather more normal.
On October 30 treatment was changed to A.C.T.H., 50 mg. twice a day. (The dose was less than in the previous cases owing to inadequate supplies being available.)
By November 10 the only change was that he had regained his ability to raise his head from the pillow without having to turn his head sideways to do so. The myotonia was not clinically altered.
On November 17 the serum potassium level was 15 6 mg. per 100 ml. The electrocardiogram showed a left bundle branch block as before. On November 21 A.C.T.H. was discontinued. The electroencephalogram showed an increase in alpha rhythm but otherwise little change.
Case 4.-Mr. H., aged 34, had difficulty in relaxing the hand grip which was first noticed by his own doctor 10 years before. He had always been of slight, even frail, physique.
On examination he showed the appearance of dystrophia myotonica with severe frontal baldness and wasting, especially marked of the facial muscles and sternomastoids. The grips were both myotonic. The testicles were abnormally small. A few small lenticular opacities were present in both eyes. Blood pressure was 170/110 mm. Hg. Other systems were normal.
The electrocardiogram was normal. The electroencephalogram was abnormal with considerable excess of diffuse 4-6 c/s. with some potentials down to 2 c/s. Radiographs of the skull and chest were both normal. The haemoglobin was 104%'. The serum potassium level was 19-4 mg. per 100 ml.
On March 11, 1952 , A.C.T.H., 50 mg. b.d., was begun. By March 18 the patient subjectively felt better but no objective improvement was noted, but by March 31 he was able, for the first time, to raise his head and neck up off the pillow and to sit upright in the normal manner without having first to turn on to his side as he had to before A.C.T.H. He had gained 3 lb. 11 oz., and was able to walk faster.
On April 3 treatment was changed to placebo injections of hypertonic saline. On April 8 he was worried about his failure to gain further weight. On April 13 injections of saline were stopped but improvement was still maintained. By April 30 he had relapsed to the condition before A.C.T.H. was begun, with difficulty in walking rapidly and severe myotonia, and again he had to turn sideways to get his head off the pillow. Discussion
Adrenocorticotrophic hormone (A.C.T.H.) was chosen in preference to cortisone since in both the previously reported series of cases (I and 2) cortisone has been found to produce little or no effect. Shy It is a pleasure to thank Dr. MacDonald Critchley, under whose care all the patients were admitted, and for his helpful criticism in the preparation of this paper.
My thanks are also due to Professor C. H. Gray for advice on the biochemical aspects and to Dr. H. Pond who so kindly carried out all the biochemical estimations.
